[Spondylocostal dysostosis. An easily recognizable syndrome with a difficult genetic counselling (author's transl)].
A case with spondylocostal dysostosis is reported. Main clinical finding are: short stature, as a consequence of short neck and trunk, due to vertebral body abnormalities, along with abnormal ribs. The clinical aspects and the family history are suggestive of the autosomal recessive form of the disease. The Authors discuss the possibility of neonatal diagnosis of this syndrome and underline the difficulty to give the family a correct genetic counselling. The possibility of prenatal diagnosis is also reported.